In the rare hereditary bone disorder of osteopetrosis, reduced bone resorption function leads to both the development of densely sclerotic fragile bones and progressive obliteration of the marrow spaces and cranial foramina. Marrow obliteration, typically associated with extramedullary hemopoiesis and hepatosplenomegaly, results in anemia and thrombocytopenia; and nerve entrapment accounts for progressive blindness and hearing loss. Severe infantile or malignant osteopetrosis is the worst type of the disease which has poor prognosis. In this study we report two cases of severe infantile or malignant type of the disease in an Iranian family.
Case presentation
We are reporting two patients which are offsprings of an Iranian family where the wife is a grandchild of the husband's aunt (Fig.1 ).
Patient one
He was born with normal vaginal delivery.
Weight at birth was 3000 grs. Two weeks after birth, the infant had episodes of seizure like eye The incidence of ARO is approximately 1 in 300,000 births but is almost 10 times as high in Costa Rica (10) . Osteopetrosis has been reported in most ethnic groups although as the disease is very rare it is more frequently seen in ethnic groups where consanguinity is common and consanguineous sibships with multiple affected patients have been described in Costa Rica [9] , Kuwait (11) and Saudi Arabia (12).
Osteopetrosis is a genetically heterogeneous The analysis of the OSTM1 gene in two patients, both from Kuwait, showed homozygosity for two nucleotide deletion in exon 2, leading to a frameshift and premature termination. The third (Lebanese) patient showed a single point mutation in exon 1, leading to a nonsense mutation (19) .
Gene analysis in two Portuguese families affected with osteopetrosis showed homozygosity for CLCN7 mutations. Direct sequencing of the CLCN7 gene in both patients revealed homozygosity for two mutations G203D and P470Q (20) . All nine Costa Rican patients had either one or both of the two missense mutations G405R and R444L (21) .
